/ had frequent upper respiratory tract infections and persistent noisy breathing.
She was noted at birth and subsequently (Figure 1) to have many dysmorphic features. The head was large with frontal bossing and in addition there was ocular hypertelorism, proptosis, blue sclerae. A flat nasal bridge, upturned nares, long philtrum, relative micrognathia, large ears and thin hair. The limbs were long and slender, with bowing of the legs, excess loose skin, flexural contractures of the hips, knees, shoulders and elbows, ulnar deviation at the wrist, long and tapered fingers, broad great toes and constantly adducted thumbs. With regular physiotherapy the flexural contractures had resolved by the age of nine months. Developmental assessment at one year showed performance in all areas to be at the seven month level. Vision and hearing were normal.
Serial radiographs showed dysharmonic acceleration of bony maturation ( Figure 2) ; osseous development at the elbow was more advanced than at the wrist. The middle phalanges were broad and the first metacarpal was curved and short. The tibiae and fibulae were long and slender with osteopenia. Skull radiographs showed a relatively large calvarium, shallow orbits and small facial bones.
The child is now 32 months and is known to be thriving although still developmentally delayed. '
Discussion
Features which have been described in both the Marshall-Smith syndrome and the Weaver syndrome'v' include advanced osseous development, pyschomotor delay, camptodactyly, frontal bossing, micrognathia and a long philtrum. Features stated to be characteristic of the Marshall-Smith syndrome" include respiratory difficulties, failure to thrive, upturned nares, proptosis, hypertrichosis and early death. These contrast with the accelerated postnatal growth, large ears, loose skin, hypertelorism, thin hair and survival to adult life 5 reported in the Weaver syndrome. The case described displays many features felt to distinguish between these two syndromes. Because of the early death described in the Marshall-Smith syndrome and the autosomal recessive inheritance" suggested in the Weaver syndrome this controversy is of more than mere academic interest. Wf eel that this case provides evidence to support the view that these two syndromes are one single entity. differences between these two syndromes, they are considered by many investigators to represent two distinct entities". The case we report exhibits features felt to discriminate between the Marshall-Smith syndrome and the Weaver syndrome and provides evidence to support the view that they are variants of the same entity. Case report A female black infant was born at 38 weeks gestation by emergency caesarean section for cephalopelvic disproportion. She was the first child of healthy unrelated parents. Because of respiratory difficulties she was intubated following delivery and required ventilatory assistance and antibiotic therapy for the first nine days. The chest radiograph was consistent with idiopathic respiratory distress syndrome, despite apparent gestation. The infant was nursed in air by day 14 and was allowed home on day 22. Since birth she has Figure 1 . The patient aged 20 months 2 Weaver DD, Graham CE, Thomas IT, Smith DW. Anew overgrowth syndrome with accelerated skeletal maturation, unusual facies and camptodactyly. J Pediatr 1974; 84:547-52 3 Fitch N. The syndromes of Marshall and Weaver. J Med Genet 1980; 17:174-8 4 Fitch N. Update on the Marshall-Smith-Weaver controversy (letter). Am J Med Genet 1985; 20:558-62 Netherton's syndrome Netherton's syndrome! is a very rare genodermatosis characterized by ichthyosis and hair shaft abnormalities. We describe Netherton's syndrome in a 2-year-old girl and discuss its differentiation from other ichthyotic disorders.
Case report
A 2-year-old girl presented with a four month history of a widespread erythematous scaling rash. At two weeks of age her mother noted peeling of the skin on the fingers. Gradually more lesions appeared on the limbs, changing in outline over days to weeks. Physical and mental development was normal. There was no family history of consanguinity, she had one normal sister. Several family members were atopic.
On examination the face was ichthyotic with a patchy erythema. There was a widespread erythematous scaly rash on the trunk and limbs. The lesions were annular expanding centrifugally and coalescing to give a serpiginous appearance and there was a distinctive peripheral double-edged scale (Figure 1) , typical of ichthyosis linearis circumflexa (ILCf,3. The palms and soles were spared.
The hair was lack-lustre, spikey and brittle. Thinning was evident in the occipital region. The nails and teeth were normal.
\ Investigations
A skin biopsy obtained from an erythematous scaling plaque showed acanthosis and compact overlying ortho-Journal of the Royal Society of Medicine Volume 82 November 1989 683 5 Ardinger HH,Hanson JW, Harrod MJEet aL Further delineation of Weaver syndrome. J Pediatr 1986; 108:228-35 6 Roussounis SH, Crawford MJ. Siblings with Weaver syndrome. J Pediatr 1983; 102:595-7 (Accepted 2 May 1989) Case presented to Section of Dermatology, 17 November 1988 keratosis with a normal granular layer. There was slightly increased cellularity around upper dermal blood vessels.
Light microscopy and scanning electron microscopy (Figure 2 ) of the hair showed trichorrhexis invaginata (T'I) (invagination of the proximal into the distal portion of the hair), trichorrhexis nodosa (in which damage to the cuticle of the hair leads to splaying of the cells ofthe cortex leading to node formation), and trichoptilosis (split ends). Screening of the urine was negative for amino acids. 
Discussion
The combination of ILC with TI is characteristic of Netherton's syndrome':", Other hair shaft abnormalities are also frequently found 4 .5. Trichorrhexis nodosa and trichoptilosis occur as a consequence of weathering of fragile hair. Electron microscopy of the skin shows localized disturbance of keratinization". Atopic eczema may be associated. Rarely neurological disorders and immunosuppression may occur', Amino aciduria", an inconstant finding3.8, is unlikely to be pathogenetic. As yet the underlying metabolic defect has not been characterized.
Initially the differential diagnosis rested between Netherton's syndrome, erythrokeratoderma variabilis and erythrokeratoderma en cocardes. In erythrokeratoderDla variabilis, inheritance is probably autosomal dominant with variable expressivity. The onset is from 1 to 3 years of age, figurate relatively fixed hyperkeratotic lesions occur on the
